A novel KRIT1 gene mutation in a patient with cerebral and multiple spinal cavernous malformations.
Cavernous malformations (CMs) occur most often in the brain, but they have also been observed in extracranial regions. The synchronous finding of CMs in both the brain and spinal cord is rare. Furthermore, multiple spinal cord CMs are exceedingly rare, with only one reported case in Korea. Here, we present a 65-yr-old Korean male with cerebral CMs (CCMs) and multiple spinal CMs. The patient complained of a gait disturbance and left foot paresthesia. The lesions involved the entire neuraxis, including the temporal lobe, right thalamus, and the cervical, thoracic, and lumbar spinal cord. Molecular analysis of the KRIT1 (CCM1) gene identified a novel heterozygous frameshift mutation (c.816delG; p. Arg273GlufsX3) in the KRIT1 gene. Although genetic analyses were not performed in the patient's family members, the family history of cerebral hemorrhage in his mother, sons, sister, and the sister's sons suggests an autosomal dominant inheritance of the mutation. This study reveals a novel mutation of the KRIT1 gene related to CCM and multiple spinal CMs. Based on these findings, molecular diagnosis might be beneficial for early diagnosis and treatment of the family members.